In 2007, we described a syndrome of intractable diarrhea of infancy, owing to tufting enteropathy, with findings of choanal atresia/stenosis, mild shortness of stature, mild facial dysmorphism, chronic corneal inflammation, episodic cytopenia, and abnormal hair texture (Bird et al., 2007) . These findings were seen in variable combination in three siblings.
The proband originally described, now a 10-year-old boy with continued chronic diarrhea and dependence on total parenteral nutrition, receives only small trophic feeds of rice cereal. His current height is 136.6 cm (5-10%) and weight is 36.4 kg (30-50%). He was initially diagnosed with cholestatic liver disease with subsequent resolution of the cholestasis but persistence of hepatic transaminase elevation. He has a scarred, opaque right cornea and a dry left eye that is treated with topical lubricants. His hair remains coarse.
Some of the congenital anomalies described in this family, specifically choanal atresia and corneal erosions, have also been reported in congenital sodium diarrhea (CSD) (Müller et al., 2000) . Mutations in SPINT2 (Kunitz-type serineprotease inhibitor) have recently been shown to be associated with a syndromic form of CSD (Heinz-Erian et al., 2009) . Given the clinical similarities of the proband and those patients with syndromic CSD, DNA from the proband was sequenced to assess for mutations in SPINT2. The proband was found to be homozygous for the c.488A4G (p.Y163C) mutation in SPINT2, the most frequent mutation in syndromic CSD patients. Mutations in epithelial cell adhesion molecule, seen in tufting enteropathy, were also screened in this family, but not found to be present (Sivagnanam et al., 2008 ; Heinz-Erian et al., 2009). The proband is yet to undergo trial of enteral sodium preparation, which has been shown to be therapeutic in some patients with CSD.
This finding raises questions about the specificity of epithelial tufts in congenital diarrheal disorders as well as potential pathophysiological relationships between the various congenital diarrheal disorders. Now that genes for three congenital diarrheal disorders, tufting enteropathy, (Sivagnanam et al., 2008) , microvillus inclusion disease, (Müller et al., 2008) , and CSD (Müller et al., 2000) , have recently been identified, practitioners evaluating these children should consider genetic testing to help define diagnosis, prognosis, and potential therapies.
Zimmerman-Laband syndrome is a rare genetic disorder characterized by gingival fibromatosis, dysplastic or absent nails, hypoplasia of the distal phalanges, scoliosis, hepatosplenomegaly, hirsutism and abnormalities of the cartilage of nose and/or ears. We would like to give an update on the progress of a patient reported in this journal and the likelihood of Zimmerman-Laband syndrome as a diagnosis in him.
This male infant was born to healthy unrelated parents. He was noted to have symmetrical brachydactyly and nail hypoplasia with facial dysmorphism, including downslanting palpebral fissures and mild micrognathia (Fig. 1) . He then developed seizures from the third day of life and was commenced on carbamazepine. He also had a large patent ductus arteriosus that was surgically treated and extrahepatic biliary atresia needing a Kasai portoenterostomy. He was previously described in this journal as 'brachydactyly with extrahepatic biliary atresia, patent ductus arteriosus and seizures -a new syndrome' (Roper et al., 2005) .
Our patient had laryngo-tracheomalacia and underwent aryepiglottoplasty at 6 months of age. He had bilateral developmental cataracts, which were extracted at 8 months of age. He had ongoing problems with a large left staghorn calculus, which was removed at 18 months of age. He had no further seizures and had not been taking any anticonvulsant medication since 2 years of age. He had feeding difficulties, requiring gastrostomy feeding. At 2 years of age, he developed non autoimmune diabetes, requiring insulin replacement.
On subsequent review in the genetics clinic at 4 years of age, he was found to have severe developmental delay. Around this time, he underwent adeno-tonsillectomy and reduction of uvula for worsening sleep apnoea. Genetics review at 5 years of age showed that he was still significantly delayed, in that he was only able to walk with support and had no words. In addition, he went on to develop marked hypertrophy of the gums with absent dentition (Figs 2 and 3) . His diabetes was well controlled on insulin. At 5 years of age, he underwent surgery for his gum hypertrophy. His height and weight were growing along the 0.4th centile. However, he had a significant thoracic scoliosis.
On literature search, the features of this child are reminiscent of the Zimmermann-Laband syndrome. This is characterized by a coarse facial appearance, gingival fibromatosis, dysplastic or absent nails, hypoplasia of the distal phalanges. Additional variable features include, scoliosis, hepatosplenomegaly, hirsutism, abnormalities of the cartilage of nose and/or ears (Douzgou et al., 2009) . It seems to be inherited in an autosomal dominant manner with variable expression (Stefanova et al., 2003) . No mutations have been identified in this condition to date (Abo-Dalo et al., 2008) .
There is a previous case report describing the association of bilateral developmental cataracts with Zimmermann-Laband syndrome (Shah et al., 2004) . Cardiac anomalies have rarely been described in association with this condition (Robertson et al., 1998) , which again adds evidence to the diagnosis. Although hepatosplenomegaly has also been reported in cases of Zimmermann-Laband Facial appearance at 5 years of age showing gross gum hypertrophy.
Letters to the Editor 49 syndrome, the association of extrahepatic biliary atresia has not been reported. Renal calculi and nonautoimmune diabetes would also not seem to have previously been reported in this condition.
In conclusion, this child who was previously reported as having a new syndrome, most likely has the Zimmermann-Laband syndrome. If so, he is the second case of this condition in which cataracts have been described. He would also seem to represent the first case in which extrahepatic biliary atresia, renal calculi and nonautoimmune diabetes have been reported, thus expanding the phenotype.
